Tyb6epo3Ha cknepo3a ¢ kopTukanHm xamaptomm (KTC)

UHgopmayuoHHU NTUCMOBKU 3a nayueHma — Kakeo e dobpe Oa 3Ham, Kakeo 0a rnornumam.

Tasu nucToBka uma 3a uen ga Bu nomorHe na pasbepeTte kakBO NpeAcTaBnsiBa ToBa
CbCTOSIHME, OT KaKkBU TECTOBE Ce Hy)X[AaeTe M KaKBO e 3Ha4YeHMeTOo Ha amarHo3arta 3a Bac,
BaweTo 6ebe 1 BalwweTo cemencTso.

KakBo npeactaBnsaBa Ty6epo3Ha cknepo3sa (KTC) n kak moxe na 3acerHe moeto 6e6e?

KomnnekcbT Ty6eposHa ckneposa (KTC) npeacrasnsiBa reHeTUYHO 3abonsaBaHe, KOeTOo 3acsra
pasnMyHM OpraHn Ha nnoaa, BKM4YUTENHO MO3bKa, cbpueTo 1 6b6peuunTe. Cpella ce
npuonuantenHo npu 1 Ha 5000 go 10 000 paxaaHus. OBMKHOBEHO creq paaaHeTo Hau-
TEXKO ca u3paseHu HeBponormdHnte cumntomu. MNMpu mHoro ot aeuata ¢ KTC ce Habnogasat
TPYAHO KOHTPOSNIMPYEMW MbPYOBE, MHTENEKTYanHN 3aTpyaHEHNs U/unn pascTponcTBa OT
ayTUCTMYHUSA CNEKTBLP. B HAKOM criyyam TexkuTe rbpyoBe moraT ga 6bvaaT u
XnBOTO3acTpallaBaLy.

Kak ce pa3BuBaT KopTuKanHute xamaptomu npu KTC?

KopTukanHute xamapTomu npeacrasnsBaTt 4obpokadecTBEHN MO3bYHU Ne3nn (TyMopwu), KOUTO
ce abmkat Ha mytauumn B reHute TSC1 unn TSC2. Tesun reHn HopmanHo perynupat
KneTbuHma pactex. Mytaumnte B reHnte TSC1 n TSC2 BogaT 40 HEKOHTPONMPYEM KIeTbYeH
pacTtex, abHOPMHO pa3BUTME Ha MO3bka U obpasyBaHe Ha A0O6pPOKaYeCTBEHN TYMOPU B
MO3byHaTa Kopa (BbHLUHMS CNOW Ha MO3bKa). Tean Tymopu HapyllaBaT HopManHaTta MO3byHa
dyHKUMSA, JONPUHACAT 3a nosiBaTta Ha MpYoBe U BOAAT A0 3abaBsiHe B MHTENEKTYanHOTO
passuTue.

KakBa e Bpb3KaTa Mexay XpoMo30oMHUTe aHomanuu n KTC?

XpomMo3omuTe CbxpaHsiBaT no-ronisimata YacT OT HawaTta reHeTu4Ha uHpopmaums. Ta e
opraHusnpaHa B 46 XxpoOMO30MM, Kb4ETO Ce HaMmmpaT reHuTe yHacnegeHu ot AgamaTta
pooutenun. Mytauuute B reHute TSC1 unn TSC2 npnumHsaeaTt T.Hap. TybeposHa cknepoasa.
3abonsaBaHeTo ce NpuYMHsSBa B pe3ynTaT Ha ABe nocnegoBaTenHn cboutna T.Hap.
,XnnoTtesarta 3a Apata yaapa“. [lbpBaTta CTblka € HacTbnNBaHeTO Ha MyTauus B
CcrnepMaTo30oManTe Unn SULEKNETKUTE, KOSTO MOXE Aa NPUYUHU MUHUMATHN UK NEKn
cumnTomu. BTopaTa cTbnka HacTbnBa No BpeME Ha PaHHOTO BbTPEyTPOOHO pasBuTue n
3acsira OCHOBHO MO3BbYHUTE UMW CbpAEYHUTE KNETKN. Ta BOAN NO-TEXKN KIMMHUYHU U3SBU KaTo
MO3BbYHN TYMOPU UMK CbpAEYHN aHOManuu.

TpﬂﬁBa N ga ce n3bpliat AONBJTHUTENTHU nscneaBaHua?

Bawwusar JleKap MOXe aa Bu Hacoun Kbm M3BbpPLUBAHETO Ha AONBJIHUTEITHN N3CnedBaHNA,
KOMTO MoraTt Aga NnoMorHar 3a no-3agbnboyeHa oueHka Ha CbCTOsIHMETO Ha 6ebeTo:

o ®eTanHa exokapguorpadusa — cneumanuanpaH ynTpasByKkoB nperneq 3a ycTaHoBABaHe
Ha BpoOeHM TyMOpu B cbpueTo Ha 6ebeTo, HapeyeHn pabaoMmomm, KOMTO
npeacTaeBnaBaT YecTa KrMHU4YHa nssisa Ha KTC

e ®eTanHa HeBpocoHorpadusi — AeTalneH ynTpasByKkoB Nperneq Ha Mo3bka Ha nrnoaa 3a
yCTaHOBSIBAaHe Ha KOPTMKarHW XamMapTOMWU Uin APYrn CTPYKTYPHU NPOMEHW
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e fapeHo-marHuTeH pe3oHaHCc — MeTo[ 3a 06pa3Ha ANarHdoCTuKa, KOATO npeaocTtaBda no-
I'IO,EI.pOGHI/I |/|306pa>KeH|/1$| Ha MO3bKa U Opyrn opraHun Ha nrioaa

o Meguko-reHeTU4YHa KOHCynTauus 1 nocneaBallo TeCTBaHe — B XOA4a Ha KOHCcynTauumsita
e ce obcbam Bb3MOXHOCTTA 3a U3BbPLUBaAHE HA aMHUOLIEHTe3a. ToBa nNpeacTaBnsea
WHBaA3MBHa OMarHOCTU4Ha npouenypa, Npu KoAaTo Ypes TbHKa Urna npes Kkopema Ha
OpemeHHaTa ce U3BnNn4ya Marko KonmyecTBO OKOsonfogHa TevHocT. Bnocneacteue T4 ce
n3npatwla 3a reHeTMYeH aHanms, Ypes KOMTO MOXe Aa ce ngeHtuduumpaT MmyTaumm B
reHute TSC1 unu TSC2. Bb3M0OXHO e gonbiHUTENHO Aa ObaeTe HacoyeHa 3a
cneumanusnpaHn reHeTUYHM TECTOBE KaTO XPOMO3OMEH MUKPOYMMOB aHanms3 unm
CEeKBEHMpaHe Ha Liennsa ek3oM, KOMTO NPpeaoCTaBAaT Bb3MOXHOCT 3a No-3aabl00o4YeHo
n3cnegBaHe Ha reHeTnyHaTta npuymnHa 3a KTC.

3a KakBo TpsbBa aa cneasl No Bpeme Ha 6peMeHHOCT?

3acera Hsma neyvenune 3a KTC no Bpeme Ha 6pemeHHOCT. HesaBmucumo ot ToBa,
BHMMATENHOTO HabnogeHne e OT CbLLECTBEHO 3Ha4YeHne. PegoBHUTE yNTpasBYyKOBU
nacnenBaHusa Morat ga npocneasit nporpeca Ha BCEKM MO3BbYEH UITM CbpaedeH TyMOop.
BawwnaTt nekap cbLLO Le crean 3a Takmea HeobumyarHu nNpmM3Haum, Kato: abHOPMEH CbpaeYeH
pPUTBHM (apUTMKUSA), HAaTPyNBaHe Ha TEYHOCT B MO3bKa (xngpouedanus), cbpaeyHa
HeJoCTaTbYHOCT (heTaneH xugponc) u ap. Jopv npy nunca Ha ONBITHUTENHN YCITOXHEHNS,
0OMKHOBEHO Ce npenopbyBa paxgaHeTo Aa ctaHe B 60nHULa C UHTEH3MBHO HEOHATOMNOMYHO
oTaeneHve. BarmHanHoTo paxgaHe € NPUHLUMUMHO Bb3MOXHO, NPW NIUMNCA Ha YCNOXHEHUSA KaTo
Xugporic Ha nnoga. B Takua crnyyam ce npenopbyBa pogopaspeLleHune Ypes Liesaposo
ceyeHue. BawmaT nekap we Bu nocbBeTBa KakBo € Han-g4obpo 3a Bac n BaweTo 6ebe.

KakBo o3HauyaBa ToBa 3a MoeTo 6ebe cnep paxpaHeTo?

TexecTTa Ha cumnTomuTe Npu KTC MoXe oa Bapupa 3HaYMTENHO - OT NIeKn 00 TeXKU hopmu,
B 3aBMCMMOCT OT flokanuaauusata n pasmepa Ha nesumte. Hakom geua moxe ga uvat
NnoBeAEHYECKUN, KOTHUTUBHU UK NCUXMYHK Npobriemun, AokaTo Apyrn moraTt Aa nonyyar

npunagbum, KOUTO ca TPYAHWU 32 KOHTponvpaHe.

ToBa we ce noBTOpU NN?

Mpn Hannuune Ha myTauma B KTC reHa, kosiTO ce yHacneassa No aBTO30MHO-4OMUHAHTEH
Ha4MH OT HAKOW OT poauTenuTe, cbuiectByBa 50% puck 3a npegaBaHe Ha 3abonsABaHETOo Ha
Obaewmte geua. B okono 65% ot cnyyanTte obave myTtauusiTa Bb3HUKBA CNOHTaHHO (de
novo). ToBa 03Ha4yaBa, Ye poauTenuTe HAMaT MyTauusaTa 1 T Bb3HMKBA 3a MbPBU MbT Npwm
aeTeTo. B Te3n cnyvyam HAMa NoBULLEH PUCK OT peunanB. Bawmat reHeTUYEH KOHCYNTaHT
Moxe aa Bu nocbBeTBa OTHOCHO pucka 3a 6baewmTte By geua Bb3 OCHOBa Ha pesyntaTtute oT
reHeTUYHUTE WN3crneaBaHus.
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KakBu gpyru Bbnpocu na sapgam?

e KakbB npeHaTarneH TecT ce npenopbyBa 3a MoeTo 6ebe?

e CobuiecTByBa nv NnpeHaTanHo nevexHne?

e Konko 4ecTo Lie nmam Hyxda OT ynTpa3ByKoBM npernegm?

e Kbae Tpsibea na poaa?

e Kbae moeTto 6ebe e nonyyn Han-godpute cneapoauiHn rpuxmn?

e Mora nu npeaBapuTENHO Aa Ce CpeLiHa C MEOULIMHCKNSA EKNM, KOWUTO LLIE CE TPUXN
3a 6ebeTo MU cnep paxxgaHeTo?

lNocnedHa pedakyus okmomepu 2024 e.




